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WETBE R

No. BETNE Ver. | EMABA4AHA VERL#E AR
1| BrEfERk 1 2023/5/29 HNE— | R %
2 | intron FEMDZ H 2 2024/6/1 ME— | R
3 | BROLF 3 2025/4/1 A TE | RBE%
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REEE : DML/ MREFE]

BES : (Bt MREEEREFRE]

1R
S A/ S 1 AR & i MR RE SR HIE D 5 72 5. AR TIZUIT O
KORBENGRLT 5.,

st BEF
Bernard-Soulier JEfERE GP1BA, GP1BB, GP9
(/NI ) i ITGA2B, ITGB3
(May-Hegglin #FEIZRF SN D) MYH9 FHE MYH9

Gray platelet JEMERE NBEALZ

von Willebrand J&A ViE
Wiskott-Aldrich fEfEREF KO X dGH il Mbdsi i WAS

KA TIX GPIBA, GP1BB, GP9, ITGAZB, ITGB3, MVHY, NBEALZ, VIF, WAS 0% 7327 B =1 —
R T 7 Y & Z DM A7 7 A4 2Ny, WS — 7 = — TR L,
TR SN T VVBEE 1%L T O 7 MZOWTHET 5, m8{ ) — M
R — Y —OFT — X ORERLERGET, P B 5FyET Y —v
— T P —=TOT 1T, Ik, REEXRE - FFANFED 3 B —BE(L R T/
IEEZAICBE LT, B COMIMBEHY — RO — 7 3 — IR
7Rt HERZRE LV, KT A 7 onTiE, N T ha—F—THRHT
X LOICEALTEHET LN, NV Ty ha—F TR TER2 o2 DIZE LT
R L 722V, PIF(NM_000552) ex26 (2D CIIAHIFEIREIR2Y 8 5 72 OS2 BRIV 5,
F7o BREEBRICIN A, FRROER L AT IENT 5,

14 | position(hg38) HGVS. ¢

GP1BB chr22:19723410 c. —160C>G (\M_000407. 5)
1TGAZB chr17:44372199 c. *165T>C (\M_000419. 5)
1TGAZB chr17:44377809 c. 2095-19T>A (NM_000419. 5)
1TGAZB chr17:44381139 c. 1211-78A>G (NM_000419. 5)
ITGAZB chr17:44385813 c. 408+11C>A (N\M_000419. 5)
ITGAZB chr17:44393555 c. —4082G>A (NM_000419. 5)
VIF chr12:5969184 c. 7729+27T>C (N\M_000552. 5)
VIF chr12:5985549 c. 6901+14C>T (NM_000552. 5)
VIF chr12:5992038 c. 6599-20A>T (NM_000552. 5)
VIF chr12:6016251 c. 5312-19A>G (N\M_000552. 5)

3/5



VIF chr12:6019757 c. 3675-14G>A (NM_000552. 5)
VIF chr12:6026060 c. 2968-14A>G (N\M_000552. 5)
VWE chrl2:6124418 c. —~1+3A>C (N\M_000552. 5)
VWEF chr12:6124548 c. —128G>A (NM_000552. 5)
VWE chr12:6125092 c. —672C>T (N\M_000552. 5)
WAS chrX:48689301— c. 1339-19_1339-
48689309 11de1TGATCCCTGinsATCTGCAGACC (NM_000377. 3)
(1) BWEFHIE

(2)

(3)
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(5)

(6)

(M)

M SEML L7257 5 DNA D 34T D RAER RSOz VX< B2 — NHE
Wy o bE2DA v hrUERESENAT VXA B— g HDVITEEER
Hi &% (polymerase chain reaction ik, PCRIEEWE) (X VIRHE L, i —7
P —HL50EF Y BT Y = L KD BB TEIIREEZ TV, AR
RO AELE a— RERICEB T 52— v v v 7 TR AT e (K B E
BRI DOFEL BRI 5,

EYEE R O B 2L
EBICHN BN TNDE b7 AU 7 7 Lo ARSI E O b | (R HBIHEZ R
DAL HET B

EREBEICRABREEITI 2 L LT AREMEOKEA
BRiZ72 L, AREIXBREMEZ2ETHHL0THEH Y THA,

REICET S HE
BRARDATIZ B2 H A5 60 B2 B BAN,

RIEZFFET DEBITH > T, REICHE 21T 5 WAERER OLH
BIEDEFELD D EE A,

TR DERESGA:
BT TR D B ESRIRIUC SO THICHM L AREDH LiAAOE L
EHERT 5,

BRI DIRERA S
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WEETIAT DEAAL 1D 20k 7~V Ah A S TR 1 A
(BT 22 BRIER 45 EDTA-2K (F 721% Na) JEKD)

(8) MIEDREE
M 1nL A bR Y %,

9) MIEDORESRH
BRIMARIE, SO 7 TR T %

(10) RRfEDRHFM:
FE (7). (8), (9) T HRIKICONT, AN TRIRIC TAHICRET
(BEIZIE LT, RGAIORIAS AT, FEEAOBRRICEHFT D Z L&KL T 5,

(11) REEKEERCBRED T XNV OFLHER
FARREAT Z ~ U IXEA L 1D 72 B ONCHRIEE B 1D 2 5tdd 2,
MRAKEE L, YREREREORREFERT 5, E20EEA 2 FICRd,
- [EA4{k 1D
- METOREHE (REA, BAio— FES. BRI
- PR PO TE
« HA KT A BEFORER
- G R E R EE

(12) RRix% EFRBEE D DR AERER MLOBFEREFNCHEZKET 55EIC
Hlco Tk, BEFERENF) E THRET 5 DICET 5 FFH
FEHOBABE LR LT D,

TRBLAEZ AR A0 C, EREEBIC I e TR A (R T

(13) HREFH
7L

(14) REDOKH LiAA, BEWEbE
NAEMEEANDT S DNABIZERT  BinTHA=E (O SEETFHRE=S)
T292-0818 THEWRAEEM Y SHL 2 TH 523
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